
 
Table 1 Supplemental. Amplicons utilized for the amplification and NGS analysis of the genomic 
regions of both the PKD1 and PKD2 genes.  
 

Amplicon Primers sequences NG_008617.1 Regions included Size (bp)

PKD1     

LR5’UTR-1 F: 5’-cgcagccttaccatccacct-3’ 
R: 5’-tcatcgccccttcctaagca-3’ 

3593-5870 5’UTR-IVS 1 2278  

LR2-13 F: 5’-ccagctctctgtctactcacctccgcatc-3’ 
R: 5’-ctgcatcctgttcatccgctccacggttac-3’ 

19264-28010 IVS1-ex13 8747  

LR13-15 F: 5’-tggagggagggacgccaatc-3’ 
R: 5’-gtcaacgtgggcctccaagt-3’ 

27864-32353 IVS12-ex15 4490  

LR15-21 F: 5’-agcgcaactacttggaggccc-3’ 
R: 5’-ggagcccaggctggaggctca-3’ 

32226-35691 ex15-IVS21 3466  

LR22-34 F: 5’-ccgtgtagagaggagggcgtgtgcaagga-3’ 
R: 5’-tcggcaaggacctgctggatcaggtcttc-3’ 

38508-46010 IVS21-ex34 7503  

LR33-41 F: 5’-gctccatgtggtcacaccacccg-3’ 
R: 5’-ggctgaggggctgtggaagccg-3’ 

45589-51551 IVS32-IVS41 5963  

LR40-45 F: 5’-gatggctgctgggagggttcc-3’ 
R: 5’-gcggctccatcccttcaaagcgg-3’ 

50907-53063 IVS40-IVS45 2157  

LR44-3’UTR F: 5’-ctccgcagcccgtggcctggc-3’ 
R: 5’-agcttggcaccatcaaggtgag-3’ 

52285-56366 ex44-3’UTR 4082  

PKD2     

LR5’UTR-1 F: 5’-caaaggggcgggcgagaggacgc-3’ 
R: 5’-ccgggacaatggagtgtccaggc-3’ 

4937-6117 5’UTR-IVS1 1181  

LR2 F: 5’-aagaatcatggctgttccttagtgcc-3’ 
R: 5’-aaactgcttcctcatctgttctcgtg-3’ 

15115-17970 IVS1-IVS2 2856  

LR3-5 F: 5’-gagaggtggtggaagatgaaatcgag-3’ 
R: 5’-ccaggatctgtggaaggaactttacg-3’ 

33225-41307 IVS2-IVS5 8083  

LR5-7 F: 5’-ttggctgtaattttctctggggac-3’ 
R: 5’-tgctccttccctctctttctctaag-3’ 

40182-50133 IVS4-IVS7 9952  

LR8-13 F: 5’-aacactaactcccaattcccccagtc-3’ 
R: 5’-atgcacaaggaacattcttcaggacg-3’ 

53144-66032 IVS7-IVS13 12889  

LR14-3’UTR F: 5’-cttttgtaacaagagtgggaaagccg-3’ 
R: 5’-tgactggaaatgaaactcagaagccc-3’ 

70551-73387 IVS13-3’UTR 2837  

 



Table 2 Supplemental. Summary of the 143 exonic synonymous and known exonic polymorphic variants found in this study. 
   

Gene Exon Codon cDNA Change Protein Change 
Number of 
Libraries* Comment** 

PKD1 1 36 c.107C>A p.His36Pro 16 PKDB 
PKD1 1 61 c.182C>T p.Pro61Leu 1 PKDB 
PKD1 2 92 c.276G>A p.Ala92Ala 1 PKDB, Sanger (1) 
PKD1 5 211 c.633C>T p.Ser211Ser 1 novel 
PKD1 5 223 c.669C>T p.Ala223Ala 1 novel 
PKD1 5 247 c.739C>T p.Leu247Phe 1 PKDB, Sanger (1) 
PKD1 5 253 c.759A>G p.Pro253Pro 3 PKDB 
PKD1 5 332 c.996C>T p.His332His 1 PKDB 
PKD1 5 341 c.1023C>T p.Ala341Ala 24 PKDB 
PKD1 5 373 c.1119C>T p.Leu373Leu 50 PKDB 
PKD1 6 416 c.1248C>T p.Asn416Asn 1 novel 
PKD1 6 456 c.1368G>T p.Leu456Leu 1 novel 
PKD1 7 513 c.1539C>T p.Pro513Pro 1 PKDB 
PKD1 7 519 c.1557C>T p.Thr519Thr 1 novel 
PKD1 7 534 c.1602C>T p.Pro534Pro 1 novel 
PKD1 8 570 c.1710C>T p.His570His 2 PKDB 
PKD1 8 572 c.1714C>T p.Pro572Ser 2 PKDB 
PKD1 10 621 c.1863C>T p.Asn621Asn 1 novel 
PKD1 10 691 c.2073C>T p.Pro691Pro 1 novel 
PKD1 11 739 c.2216A>G p.Gln739Arg 19 PKDB 
PKD1 11 745 c.2235C>G p.Ala745Ala 2 PKDB 
PKD1 11 811 c.2433C>G p.Leu811Leu 1 novel, Sanger (1) 
PKD1 11 816 c.2448C>T p.Asp816Asp 1 novel 
PKD1 11 836 c.2508C>T p.Tyr836Tyr 1 novel, Sanger (1) 
PKD1 11 898 c.2694A>C p.Ala898Ala 8 PKDB 
PKD1 11 900 c.2700G>A p.Pro900Pro 31 PKDB 
PKD1 11 910 c.2730C>T p.Asp910Asp 31 PKDB 
PKD1 11 928 c.2784G>A p.Ala928Ala 1 PKDB 
PKD1 11 938 c.2814G>A p.Thr938Thr 1 PKDB 
PKD1 13 1021 c.3063T>C p.Gly1021Gly 43 PKDB 
PKD1 13 1025 c.3075C>T p.Ser1025Ser 2 novel 
PKD1 13 1028 c.3084G>A p.Pro1028Pro 3 novel 
PKD1 13 1037 c.3111A>G p.Leu1037Leu 35 PKDB 
PKD1 13 1038 c.3114A>G p.Ala1038Ala 11 novel 
PKD1 14 1092 c.3275T>C p.Met1092Thr 47 PKDB 
PKD1 15 1106 c.3316C>G p.Leu1106Val 1 PKDB 
PKD1 15 1124 c.3372C>T p.Ala1124Ala 41 PKDB 
PKD1 15 1125 c.3375C>T p.Ser1125Ser 41 PKDB 
PKD1 15 1144 c.3430G>A p.Ile1144Val 1 PKDB, Sanger (1) 
PKD1 15 1168 c.3502C>T p.Pro1168Ser 14 PKDB 
PKD1 15 1171 c.3513C>G p.Thr1171Thr 2 PKDB 
PKD1 15 1200 c.3600G>A p.Ala1200Ala 1 PKDB 
PKD1 15 1340 c.4018C>T p.Arg1340Trp 1 PKDB 
PKD1 15 1357 c.4071G>T p.Leu1357Leu 6 PKDB 



PKD1 15 1399 c.4195T>C p.Trp1399Arg 37 PKDB 
PKD1 15 1421 c.4263C>T p.Ala1421Ala 1 PKDB 
PKD1 15 1422 c.4264G>A p.Ala1422Thr 2 PKDB, Sanger (2) 
PKD1 15 1499 c.4495C>T p.Leu1499Leu 3 PKDB 
PKD1 15 1516 c.4546G>A p.Ala1516thr 2 PKDB 
PKD1 15 1555 c.4665A>C p.Ala1555Ala 54 PKDB 
PKD1 15 1558 c.4674G>A p.Thr1558Thr 31 PKDB, Sanger (1) 
PKD1 15 1612 c.4836G>A p.Thr1612Thr 1 PKDB 
PKD1 15 1615 c.4845C>T p.Asn1615Asn 1 PKDB, Sanger (1) 
PKD1 15 1684 c.5051C>T p.Ser1684Leu 1 PKDB, Sanger (1) 
PKD1 15 1690 c.5070C>T p.Ala1690Ala 2 novel 
PKD1 15 1724 c.5172C>T p.Ala1724Ala 54 PKDB 
PKD1 15 1769 c.5307T>C p.His1769His 1 PKDB 
PKD1 15 1791 c.5373C>T p.Asn1791Asn 1 PKDB 
PKD1 15 1818 c.5454G>A p.Ala1818Ala 1 PKDB 
PKD1 15 1871 c.5611G>A p.Ala1871Thr 2 PKDB, Sanger (2) 
PKD1 15 1894 c.5682C>T p.Ala1894Ala 4 PKDB 
PKD1 15 1921 c.5763G>A p.Leu1921Leu 31 PKDB 
PKD1 15 1943 c.5827G>A p.Val1943Ile 1 PKDB, Sanger (1) 
PKD1 15 1949 c.5847C>T p.Ser1949Ser 1 PKDB 
PKD1 15   2003 c.6007G>A p.Ala2003Thr 1 PKDB, Sanger (1) 
PKD1 15 2053 c.6159G>C p.Leu2053Leu 1 novel 
PKD1 15 2099 c.6297G>T p.Gly2099Gly 1 PKDB 
PKD1 15 2110 c.6330C>T p.Ala2110Ala 1 PKDB 
PKD1 15 2200 c.6598C>T p.Arg2200Cys 4 PKDB 
PKD1 15 2250 c.6749C>T p.Thr2250Met 3 PKDB, Sanger (3) 
PKD1 16 2309 c.6927C>T p.Gly2309Gly 10 PKDB 
PKD1 17 2389 c.7165T>C p.Leu2389leu 52 PKDB 
PKD1 18 2481 c.7441C>T p.Leu2481Leu 53 PKDB 
PKD1 19 2505 c.7515C>T p.Gly2505Gly 1 novel 
PKD1 19 2548 c.7642G>C p.Glu2548Gln 1 PKDB, Sanger (1) 
PKD1 20 2570 c.7708T>C p.Leu2570Leu 42 PKDB 
PKD1 20 2597 c.7791A>G p.Pro2597Pro 2 PKDB 
PKD1 21 2638 c.7913A>G p.His2638Arg 45 PKDB 
PKD1 22 2674 c.8020C>T p.Pro2674Ser 12 PKDB 
PKD1 22 2708 c.8123C>T p.Thr2708Met 3 PKDB, Sanger (3) 
PKD1 23 2777 c.8331G>A p.Ala2777Ala 1 PKDB 
PKD1 23 2788 c.8364G>A p.Ser2788Ser 1 PKDB 
PKD1 23 2813 c.8439C>T p.Ser2813Ser 1 PKDB 
PKD1 23 2814 c.8440G>A p.Gly2814Arg 8 PKDB 
PKD1 23 2845 c.8535C>G p.Ser2845Ser 1 novel 
PKD1 23 2882 c.8644T>A p.Trp2882Arg 1 PKDB, Sanger (1) 
PKD1 23 2890 c.8670C>T p.Ser2890Ser 1 novel 
PKD1 23 2894 c.8681_8689delCCAACTCCG p.Ala2894_Ser2896delAla-Asn-Ser 1 PKDB, Sanger (1) 
PKD1 23 2917 c.8751G>A p.Ala2917Ala 1 novel 
PKD1     23   2919 c.8755G>A p.Gly2919Arg 1 PKDB, Sanger (1) 
PKD1 24 2966 c.8898G>C p.Glu2966Glu 1 PKDB 
PKD1 24 2971 c.8913T>C p.Ala2971Ala 1 PKDB 
PKD1 24 2972 c.8916C>T p.Asp2972Asp 1 PKDB, Sanger (1) 



PKD1 25 2988 c.8964G>A p.Ala2988Ala 4 PKDB 
PKD1 25 3066 c.9195G>C+c.9196T>C p.Phe3066Leu 102 PKDB 
PKD1 26 3090 c.9270C>T p.Val3090Val 2 PKDB 
PKD1 26 3110 c.9330C>T p.Pro3110Pro 50 PKDB 
PKD1 28 3223 c.9669G>A p.Thr3223Thr 2 PKDB 
PKD1 29 3238 c.9714C>T p.Ser3238Ser 1 novel 
PKD1 29 3242 c.9726T>G p.Leu3242Leu 1 novel 
PKD1 29 3255 c.9765T>C p.Arg3255Arg 1 novel 
PKD1 29 3265 c.9795C>T p.Ser3265Ser 2 PKDB 
PKD1 30 3319 c.9957C>T p.Ser3319Ser 2 PKDB 
PKD1 30 3341 c.10023T>C p.Leu3341Leu 1 PKDB 
PKD1 33 3409 c.10225G>C p.Val3409Leu 1 PKDB  
PKD1 33 3417 c.10251G>A p.Thr3417Thr 2 PKDB 
PKD1 33 3435 c.10304G>A p.Arg3435Gln 6 PKDB, Sanger (2) 
PKD1 33 3456 c.10368C>T p.Ala3456Ala 3 PKDB, rs7194935 
PKD1 35 3510 c.10529C>T p.Thr3510Met 1 PKDB, Sanger (1) 
PKD1 35 3511 c.10531C>G p.Leu3511Val 1 PKDB, Sanger (1) 
PKD1 35 3512 c.10535C>T p.Ala3512Val 32 PKDB, rs34197769, Sanger (2) 
PKD1 36 3558 c.10674C>T p.Ala3558Ala 1 novel 
PKD1 36 3590 c.10768C>T p.Leu3590Leu 18 PKDB, rs116114803 
PKD1 37 3669 c.11007C>T p.Gly3669Gly 1 Novel, Sanger (1) 
PKD1 39 3751 c.11252A>G p.Gln3751Arg 2 novel 
PKD1 39 3753 c.11257C>A p.Arg3753Gln 1 PKDB 
PKD1 40 3782 c.11346C>T p.Asp3782Asp 4 PKDB 
PKD1 40 3792 c.11376G>C p.Ser3792Ser 2 PKDB 
PKD1 42 3894 c.11682C>T p.Ser3894Ser 5 PKDB 
PKD1 43 3972 c.11916C>G p.Arg3972Arg 11 PKDB, rs77634115, Sanger (1) 
PKD1 44 4026 c.12078C>T p.Leu4026Leu 1 PKDB 
PKD1 44 4045 c.12133A>G p.Ile4045Val 57 PKDB, rs10960 
PKD1 45 4059 c.12176C>T p.Ala4059Val 37 PKDB, rs3209986 
PKD1 45 4066 c.12198C>T p.Cys4066Cys 1 PKDB, rs116216040 
PKD1 45 4073 c.12119C>A p.Thr4073Thr 2 novel 
PKD1 45 4090 c.12270C>G p.Leu4090Leu 3 novel 
PKD1 45 4092 c.12276A>C p.Ala4092Ala 60 PKDB, rs3087632 
PKD1 45 4113 c.12337T>C p.Leu4113Leu 1 novel 
PKD1 45 4137 c.12409C>T p.Leu4137Leu 34 PKDB, rs79899502 
PKD1 45 4146 c.12436G>A p.Val4146Ile 2 PKDB, Sanger (2) 
PKD1 46 4210 c.12630C>T p.Pro4210Pro 53 PKDB, rs7203729 
PKD1 46 4255 c.12765C>T p.Pro4255Pro 4 PKDB, rs62038811 
PKD1 46 4276 c.12826C>T p.Arg4276Trp 3 PKDB, Sanger (3) 
PKD2 1 28 c.83G>C p.Arg28Pro 47 PKDB, rs1805044 
PKD2 1 119 c.356G>A p.Arg119His 2 PKDB 
PKD2 1 140 c.420G>A p.Gly140Gly 41 PKDB, rs2728118 
PKD2 1 181 c.543A>G p.Glu181Glu 1 novel 
PKD2 1 190 c.568G>A p.Ala190Thr 5 PKDB, rs117078377 
PKD2 4 314 c.940C>G p.Leu314Val 1 PKDB, Sanger (1) 
PKD2 4 326 c.978C>G p.Val326Val 1 novel 
PKD2 6 452 c.1354A>G p.Ile452Val 1 PKDB, Sanger (1) 
PKD2 13 800 c.2398A>C p.Met800Leu 1 PKDB, Sanger (1) 



PKD2 13 807 c.2420G>A p.Arg807Gln 2 PKDB, Sanger (2) 

 
*indicates number of libraries where the variant was detected; ** indicates previous description in the PKD Mutation Database 
(http://pkdb.mayo.edu), NCBI dbSNP and/or actual Sanger reconfirmation (between brackets actual number of libraries where 
the variant was independently Sanger verified, n=43); due to lack of locus-specificity, dbSNP data for the duplicated portion of 
PKD1 were not utilized. 
 
 
 
 
 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 
 
 
 
 



Table 3 Supplemental.  Summary of the 460 intronic likely neutral polymorphic variants found in this study. 
 
A. PKD1 IVS single nucleotide changes 

Gene IVS Codon IVS variant 
Number of 
libraries* Comment** 

PKD1 5'UTR  -1505C>T 10 novel 
PKD1 5'UTR  -1486T>C 64 novel 
PKD1 5'UTR  -667T>C 85 Sanger (1) 
PKD1 5'UTR  -551C>G 2 novel 
PKD1 IVS1 72 c.215+74A>G 2 novel 
PKD1 IVS1 72 c.216-1673C>T 17 novel 
PKD1 IVS1 72 c.216-1596C>T 10 novel 
PKD1 IVS1 72 c.216-1321G>A 2 novel 
PKD1 IVS1 72 c.216-1149G>A 67 novel 
PKD1 IVS1 72 c.216-1070C>A 2 novel 
PKD1 IVS1 72 c.216-919C>T 67 novel 
PKD1 IVS1 72 c.216-881G>C 2 novel 
PKD1 IVS1 72 c.216-343G>A 4 novel 
PKD1 IVS1 72 c.216-303C>T 7 novel 
PKD1 IVS1 72 c.216-283C>T 3 novel 
PKD1 IVS1 72 c.216-170G>C 4 novel 
PKD1 IVS1 72 c.216-79C>T 42 novel 
PKD1 IVS2 96 c.288-3C>T 2 Sanger (1) 
PKD1 IVS3 121 c.359+114C>T 9 novel 
PKD1 IVS4 177 c.529+61C>T 2 novel 
PKD1 IVS6 462 c.529+26C>T 1 PKDB 
PKD1 IVS6 462 c.529+70C>T 2 novel 
PKD1 IVS6 462 c.529+108G>C 3 novel 
PKD1 IVS6 462 c.529+159G>A 7 novel 
PKD1 IVS6 462 c.530-68G>A 3 novel 
PKD1 IVS7 536 c.1606+31C>T 2 novel 
PKD1 IVS7 536 c.1607-27C>T 13 PKDB 
PKD1 IVS8 574 c.1722+125A>G 4 novel 
PKD1 IVS8 574 c.1722-136G>A 27 novel 
PKD1 IVS9 617 c.1850-114A>G 45 novel 
PKD1 IVS9 617 c.1850-111T>C 42 novel 
PKD1 IVS9 617 c.1850-4A>G 69 PKDB 
PKD1 IVS10 699 c.2097+56C>T 7 novel 
PKD1 IVS11 951 c.2853+23C>T 6 novel 
PKD1 IVS11 951 c.2853+209T>C 45 novel 
PKD1 IVS11 951 c.2854-286C>G 54 novel 
PKD1 IVS11 951 c.2854-269T>C 48 novel 
PKD1 IVS12 995 c.2896-15C>T 1 PKDB 



PKD1 IVS13 1054 c.3162+51C>T 2 novel 
PKD1 IVS13 1054 c.3163-129G>G 2 novel 
PKD1 IVS13 1054 c.3163-18G>C 4 novel 
PKD1 IVS14 1099 c.3295+53G>T 5 novel 
PKD1 IVS14 1099 c.3295+54T>C 3 novel 
PKD1 IVS14 1099 c.3295+64T>C 2 novel 
PKD1 IVS14 1099 c.3295+212C>T 9 novel 
PKD1 IVS14 1099 c.3296-56C>T 35 novel 
PKD1 IVS14 1099 c.3296-15G>A 4 PKDB, Sanger (1) 
PKD1 IVS15 2305 c.6915+14A>G 4 novel 
PKD1 IVS15 2305 c.6915+77A>T 25 novel 
PKD1 IVS15 2305 c.6916-55C>G 7 novel 
PKD1 IVS16 2355 c.7065+97G>A 5 novel 
PKD1 IVS16 2355 c.7065+224C>T 2 novel 
PKD1 IVS16 2355 c.7065+340C>T 36 novel 
PKD1 IVS16 2355 c.7066-329G>G 2 novel 
PKD1 IVS16 2355 c.7066-299C>G 82 novel 
PKD1 IVS16 2355 c.7066-295T>C 81 novel 
PKD1 IVS16 2355 c.7066-246T>C 54 novel 
PKD1 IVS16 2355 c.7066-215G>A 2 novel 
PKD1 IVS16 2355 c.7066-209T>C 2 novel 
PKD1 IVS16 2355 c.7066-173T>C 12 novel 
PKD1 IVS16 2355 c.7066-169A>G 12 novel 
PKD1 IVS16 2355 c.7066-130A>G 56 novel 
PKD1 IVS16 2355 c.7066-67T>C 2 novel 
PKD1 IVS16 2355 c.7066-55T>A 2 novel 
PKD1 IVS18 2497 c.7489+30C>T 9 novel 
PKD1 IVS18 2497 c.7489+41G>A 2 novel 
PKD1 IVS19 2568 c.7703+23G>A 2 PKDB 
PKD1 IVS19 2568 c.7703+24C>A 2 PKDB 
PKD1 IVS20 2621 c.7863+47T>G 68 PKDB 
PKD1 IVS20 2621 c.7863+69G>A 2 novel 
PKD1 IVS20 2621 c.7863+137C>T 2 novel 
PKD1 IVS21 2672 c.8016+26T>C 3 PKDB 
PKD1 IVS22 2721 c.8161+8G>A 1 PKDB, Sanger (1) 
PKD1 IVS22 2721 c.8161+21T>C 5 PKDB 
PKD1 IVS22 2721 c.8161+38G>A 5 PKDB 
PKD1 IVS22 2721 c.8161+269C>T 8 novel 
PKD1 IVS22 2721 c.8161+278C>T 3 novel 
PKD1 IVS23 2931 c.8791+12G>A 1 Sanger (1) 
PKD1 IVS23 2931 c.8791+109C>T 2 novel 
PKD1 IVS23 2931 c.8791+110A>G 2 novel 
PKD1 IVS23 2931 c.8792-138G>A 4 novel 
PKD1 IVS24 2983 c.8948+17A>G 2 PKDB 



PKD1 IVS24 2983 c.8949-89G>A 4 novel 
PKD1 IVS24 2983 c.8949-66C>T 2 novel 
PKD1 IVS24 2983 c.8949-20G>A 2 PKDB 
PKD1 IVS24 2983 c.8949-17A>G 63 PKDB 
PKD1 IVS26 3133 c.9397+22C>T 1 PKDB 
PKD1 IVS26 3133 c.9397+274G>A 43 novel 
PKD1 IVS26 3133 c.9397+292T>G 4 novel 
PKD1 IVS26 3133 c.9397+315C>T 7 novel 
PKD1 IVS26 3133 c.9397+355C>A 42 novel 
PKD1 IVS26 3133 c.9397+448C>T 2 novel 
PKD1 IVS26 3133  c.9397+586C>T 73 novel 
PKD1 IVS26 3133 c.9397+638C>T 10 novel 
PKD1 IVS26 3133 c.9398-598A>G 64 novel 
PKD1 IVS26 3133 c.9398-539A>G 14 novel 
PKD1 IVS26 3133 c.9398-501C>G 3 novel 
PKD1 IVS26 3133 c.9398-497C>G 64 novel 
PKD1 IVS26 3133 c.9398-489T>C 14 novel 
PKD1 IVS26 3133 c.9398-483T>C 27 novel 
PKD1 IVS26 3133 c.9398-480G>A 2 novel 
PKD1 IVS26 3133 c.9398-459T>C 4 novel 
PKD1 IVS26 3133 c.9398-454C>G 12 novel 
PKD1 IVS26 3133 c.9398-450A>G 6 novel 
PKD1 IVS26 3133 c.9398-419A>T 2 novel 
PKD1 IVS26 3133 c.9398-47T>G 1 PKDB 
PKD1 IVS27 3190 c.9569-13T>C 45 novel 
PKD1 IVS28 3232 c.9712-17C>G 2 PKDB 
PKD1 IVS29 3308 c.9923+22G>A 2 novel 
PKD1 IVS30 3350 c.10050+21C>G 2 novel 
PKD1 IVS30 3350 c.10050+54A>G 37 PKDB 
PKD1 IVS30 3350 c.10050+196G>G 2 novel 
PKD1 IVS30 3350 c.10050+217T>C 3 novel 
PKD1 IVS30 3350 c.10050+238G>A 2 novel 
PKD1 IVS30 3350 c.10050+282C>T 2 novel 
PKD1 IVS30 3350 c.10050+329A>G 2 novel 
PKD1 IVS30 3350 c.10050+337G>C 2 novel 
PKD1 IVS30 3350 c.10050+350T>C 3 novel 
PKD1 IVS30 3350 c.10050+370G>C 2 novel 
PKD1 IVS30 3350 c.10050+489C>A 2 novel 
PKD1 IVS30 3350 c.10050+514G>A 2 novel 
PKD1 IVS30 3350 c.10050+517A>G 8 novel 
PKD1 IVS30 3350 c.10050+533G>A 5 novel 
PKD1 IVS30 3350 c.10050+546G>A 2 novel 
PKD1 IVS30 3350 c.10050+570A>G 27 novel 
PKD1 IVS30 3350 c.10050+577T>C 10 novel 



PKD1 IVS30 3350 c.10050+592C>T 2 novel 
PKD1 IVS30 3350 c.10050+593G>A 4 novel 
PKD1 IVS30 3350 c.10050+612C>T 27 novel 
PKD1 IVS30 3350 c.10050+613A>G 26 novel 
PKD1 IVS30 3350 c.10050+614A>G 31 novel 
PKD1 IVS30 3350 c.10050+625A>T 7 novel 
PKD1 IVS30 3350 c.10050+657A>G 6 novel 
PKD1 IVS30 3350 c.10050+690A>G 33 novel 
PKD1 IVS30 3350 c.10050+713A>G 33 novel 
PKD1 IVS30 3350 c.10050+720C>T 5 novel 
PKD1 IVS30 3350 c.10050+721A>A 31 novel 
PKD1 IVS30 3350 c.10050+750T>C 23 novel 
PKD1 IVS30 3350 c.10050+761A>C 2 novel 
PKD1 IVS30 3350 c.10050+767T>G 28 novel 
PKD1 IVS30 3350 c.10050+778G>A 3 novel 
PKD1 IVS30 3350 c.10050+791A>G 85 novel 
PKD1 IVS30 3350 c.10051-829T>C 85 novel 
PKD1 IVS30 3350 c.10051-729G>T 8 novel 
PKD1 IVS30 3350 c.10051-706G>T 34 novel 
PKD1 IVS30 3350 c.10051-701C>T 5 novel 
PKD1 IVS30 3350 c.10051-695C>T 14 novel 
PKD1 IVS30 3350 c.10051-685G>A 44 novel 
PKD1 IVS30 3350 c.10051-616C>T 2 novel 
PKD1 IVS30 3350 c.10051-614C>T 2 novel 
PKD1 IVS30 3350 c.10051-552A>G 70 novel 
PKD1 IVS30 3350 c.10051-528A>T 2 novel 
PKD1 IVS30 3350 c.10051-523C>T 3 novel 
PKD1 IVS30 3350 c.10051-519T>C 83 novel 
PKD1 IVS30 3350 c.10051-517T>C 84 novel 
PKD1 IVS30 3350 c.10051-506A>G 6 novel 
PKD1 IVS30 3350 c.10051-499A>C 3 novel 
PKD1 IVS30 3350 c.10051-479G>C 85 novel 
PKD1 IVS30 3350 c.10051-469A>G 8 novel 
PKD1 IVS30 3350 c.10051-458G>T 4 novel 
PKD1 IVS30 3350 c.10051-445A>G 17 novel 
PKD1 IVS30 3350 c.10051-426C>T 50 novel 
PKD1 IVS30 3350 c.10051-425A>G 49 novel 
PKD1 IVS30 3350 c.10051-414G>A 2 novel 
PKD1 IVS30 3350 c.10051-390T>C 2 novel 
PKD1 IVS30 3350 c.10051-386T>C 2 novel 
PKD1 IVS30 3350 c.10051-381A>G 2 novel 
PKD1 IVS30 3350 c.10051-379G>C 2 novel 
PKD1 IVS30 3350 c.10051-369A>G 3 novel 
PKD1 IVS30 3350 c.10051-328C>T 8 novel 



PKD1 IVS30 3350 c.10051-286C>T 52 novel 
PKD1 IVS30 3350 c.10051-281T>G 2 novel 
PKD1 IVS30 3350 c.10051-239G>A 40 novel 
PKD1 IVS30 3350 c.10051-198T>C 10 novel 
PKD1 IVS30 3350 c.10051-54C>A 2 novel 
PKD1 IVS30 3350 c.10051-53T>G 2 novel 
PKD1 IVS30 3350 c.10051-25G>A 8 novel 
PKD1 IVS30 3350 c.10051-12C>G 2 novel 
PKD1 IVS31 3390 c.10070+7A>G 2 novel 
PKD1 IVS31 3390 c.10071-8C>T 4 novel 
PKD1 IVS32 3408 c.10220+74G>A 2 novel 
PKD1 IVS32 3408 c.10220+76G>C 2 novel 
PKD1 IVS34 3469 c.10499+77G>A 2 novel 
PKD1 IVS34 3469 c.10499+135C>A 9 novel 
PKD1 IVS34 3469 c.10499+393G>C 13 novel 
PKD1 IVS34 3469 c.10499+406C>G 21 novel 
PKD1 IVS34 3469 c.10499+434C>T 11 novel 
PKD1 IVS34 3469 c.10499+676T>C 11 rs17596774 
PKD1 IVS34 3469 c.10499+861G>A 54 rs74002781 
PKD1 IVS34 3469 c.10499+867A>G 66 rs12926737 
PKD1 IVS34 3469 c.10499+1362T>G 67 novel 
PKD1 IVS34 3469 c.10500-1162C>T 4 novel 
PKD1 IVS34 3469 c.10500-1069G>A 49 rs7206195 
PKD1 IVS34 3469 c.10500-968C>T 2 rs9930142 
PKD1 IVS34 3469 c.10500-683C>T 41 rs12929950 
PKD1 IVS34 3469 c.10500-545C>T 3 rs73498130 
PKD1 IVS34 3469 c.10500-189G>C 41 rs34978797 
PKD1 IVS34 3469 c.10500-88A>C 68 rs34123233 
PKD1 IVS34 3469 c.10500-43T>C 2 novel 
PKD1 IVS36 3607 c.10822-14C>T 3 rs7192711 
PKD1 IVS37 3672 c.11016+51A>G 2 rs115606183 
PKD1 IVS38 3719 c.11156+13G>A 7 novel 
PKD1 IVS39 3757 c.11269+128C>T 31 rs12918803 
PKD1 IVS41 3846 c.11538-11C>T 2 PKDB 
PKD1 IVS43 4001 c.12004-34C>A 9 PKDB, rs117865497 
PKD1 IVS45 4148 c.12445-37T>G 3 novel 
PKD1 3'UTR  *15G>A 5 PKDB, rs77566834 
PKD1 3'UTR  *244C>T 2 PKDB 
PKD1 3'UTR  *601T>A 56 rs3087631 
PKD1 3'UTR  *790C>T 3 novel 
PKD1 3'UTR  *826A>T 3 novel 
PKD1 3'UTR  *827C>G 10 rs75346931 
PKD1 3'UTR  *859G>A 22 rs13332377 
PKD1 3'UTR  *990A>G 10 rs34379884 



PKD1 3'UTR  *1144C>G 42 novel 
PKD1 3'UTR  *1306G>C 47 Sanger (1) 
PKD1 3'UTR  *1330G>A 47 Sanger (1) 
PKD1 3'UTR  *1459A>G 62 Sanger (1) 
PKD1 3'UTR  *1510T>G 70 Sanger (1) 
PKD1 3'UTR  *1654G>A 4 novel 
PKD1 3'UTR  *1721C>T 2 novel 
PKD1 3'UTR  *1838G>A 2 novel 
 
 
 
 
B. PKD2  IVS single nucleotide changes 

Gene IVS Codon IVS variant 
Number of 
libraries* Comment** 

PKD2 IVS1 198 c.595+207T>C 66 rs2725235, Sanger(1) 
PKD2 IVS1 198 c.596-1152A>C 2 rs78477625 
PKD2 IVS1 198 c.596-874A>G 51 rs2728113 
PKD2 IVS1 198 c.596-444T>G 2 novel 
PKD2 IVS1 198 c.596-281C>T 21 rs858 
PKD2 IVS1 198 c.596-131A>G 2 novel 
PKD2 IVS1 198 c.596-87T>A 2 rs72873461 
PKD2 IVS1 198 c.596-16C>T 24 PKDB, rs62310565 
PKD2 IVS2 236 c.709+249A>G 2 rs114488845 
PKD2 IVS2 236 c.709+300G>T 29 rs76951105 
PKD2 IVS2 236 c.709+410A>G 2 rs7687908 
PKD2 IVS2 236 c.709+549C>T 2 rs116319709 
PKD2 IVS2 236 c.709+700A>G 2 novel 
PKD2 IVS2 236 c.709+717C>T 3 novel 
PKD2 IVS2 236 c.709+826C>T 65 rs10516801 
PKD2 IVS3 281 c.843+57T>CT 79 PKDB, rs17786456 
PKD2 IVS3 281 c.843+218C>A 43 rs2728109 
PKD2 IVS3 281 c.844-911G>A 84 s2725222 
PKD2 IVS3 281 c.844-620T>C 15 rs75826798 
PKD2 IVS3 281 c.844-22G>A 85 PKDB, rs2725221 
PKD2 IVS4 365 c.1094+92A>G 36 rs17013735 
PKD2 IVS4 365 c.1094+230C>T 2 rs56258549 
PKD2 IVS4 365 c.1094+269G>C 85 rs2725220, Sanger (1) 
PKD2 IVS4 365 c.1094+308T>C 45 rs2725219 
PKD2 IVS4 365 c.1094+315G>C 85 rs2725218, Sanger (1) 
PKD2 IVS4 365 c.1094+324T>A 13 rs7674673 
PKD2 IVS4 365 c.1094+345A>G 81 rs7696304, Sanger (1) 
PKD2 IVS4 365 c.1094+382T>C 7 rs76264621 



PKD2 IVS4 365 c.1094+605A>T 43 rs2725217 
PKD2 IVS4 365 c.1094+652C>T 8 novel 
PKD2 IVS4 365 c.1094+676C>G 24 rs79219814 
PKD2 IVS4 365 c.1094+926A>G 85 rs2725216 
PKD2 IVS4 365 c.1094+934C>T 2 rs60077466 
PKD2 IVS4 365 c.1094+1056C>T 4 novel 
PKD2 IVS4 365 c.1094+1159C>A 83 rs13125552 
PKD2 IVS4 365 c.1094+1163C>A 11 novel 
PKD2 IVS4 365 c.1094+1531G>A 22 rs80301989 
PKD2 IVS4 365 c.1094+1854A>T 3 novel 
PKD2 IVS4 365 c.1094+1918C>T 43 rs2725215 
PKD2 IVS4 365 c.1094+2083A>C 85 rs2728108 
PKD2 IVS4 365 c.1094+2330C>T 2 novel 
PKD2 IVS4 365 c.1095-1599T>G 2 rs55645647 
PKD2 IVS4 365 c.1095-1272T>C 4 novel 
PKD2 IVS4 365 c.1095-1130G>A 5 rs17013739 
PKD2 IVS4 365 c.1095-983C>T 21 rs114021055 
PKD2 IVS4 365 c.1095-783A>G 78 rs12512476 
PKD2 IVS4 365 c.1095-242G>C 2 novel 
PKD2 IVS4 365 c.1095-5A>G 3 Sanger (1) 
PKD2 IVS5 439 c.1319+347C>T 5 rs75413719 
PKD2 IVS5 439 c.1319+348C>T 5 rs78027900 
PKD2 IVS6 516 c.1548+91A>G 2 novel 
PKD2 IVS6 516 c.1548+321A>G 27 rs10031265 
PKD2 IVS6 516 c.1548+441C>A 3 novel 
PKD2 IVS6 516 c.1548+466C>T 39 rs2728107 
PKD2 IVS6 516 c.1548+691A>G 51 rs2725212 
PKD2 IVS6 516 c.1548+732G>A 2 rs76929593 
PKD2 IVS6 516 c.1548+2353C>T 40 rs2725211 
PKD2 IVS6 516 c.1549-2383G>A 2 rs72873484 
PKD2 IVS6 516 c.1549-1986T>C 2 novel 
PKD2 IVS6 516 c.1549-1977A>G 3 novel 
PKD2 IVS6 516 c.1549-1971A>G 17 novel 
PKD2 IVS6 516 c.1549-1963A>G 52 rs6845636 
PKD2 IVS6 516 c.1549-1955A>G 8 novel 
PKD2 IVS6 516 c.1549-1953C>G 6 novel 
PKD2 IVS6 516 c.1549-1952A>G 2 novel 
PKD2 IVS6 516 c.1549-1948C>T 2 novel 
PKD2 IVS6 516 c.1549-1935G>C 7 novel 
PKD2 IVS6 516 c.1549-1931T>C 14 novel 
PKD2 IVS6 516 c.1549-1923G>A 3 novel 
PKD2 IVS6 516 c.1549-1916C>A 8 novel 
PKD2 IVS6 516 c.1549-1905C>T 15 novel 
PKD2 IVS6 516 c.1549-1904T>G 19 novel 



PKD2 IVS6 516 c.1549-1892T>C 11 novel 
PKD2 IVS6 516 c.1549-1868T>C 9 novel 
PKD2 IVS6 516 c.1549-1860T>C 7 novel 
PKD2 IVS6 516 c.1549-1856C>T 2 novel 
PKD2 IVS6 516 c.1549-1855A>G 11 novel 
PKD2 IVS6 516 c.1549-1827C>T 4 novel 
PKD2 IVS6 516 c.1549-1826A>G 11 novel 
PKD2 IVS6 516 c.1549-1816C>T 40 rs59994479 
PKD2 IVS6 516 c.1549-1815G>A 10 novel 
PKD2 IVS6 516 c.1549-1814A>T 29 novel 
PKD2 IVS6 516 c.1549-1770A>G 6 novel 
PKD2 IVS6 516 c.1549-1765A>G 4 novel 
PKD2 IVS6 516 c.1549-1092G>A 51 novel 
PKD2 IVS6 516 c.1549-1076T>G 83 novel 
PKD2 IVS6 516 c.1549-154A>G 5 novel 
PKD2 IVS6 516 c.1549-137T>C 46 rs2728104 
PKD2 IVS7 572 c.1716+117A>G 50 rs113728843 
PKD2 IVS7 572 c.1716+149C>T 2 novel 
PKD2 IVS7 572 c.1716+310T>C 44 rs2728103 
PKD2 IVS7 572 c.1716+329T>C 44 rs2728102 
PKD2 IVS7 572 c.1716+343T>C 4 novel 
PKD2 IVS8 633 c.1899-684T>G 3 novel 
PKD2 IVS8 633 c.1899-547C>T 37 rs114299898 
PKD2 IVS8 633 c.1899-455C>T 2 novel 
PKD2 IVS8 633 c.1899-420A>G 5 novel 
PKD2 IVS8 633 c.1899-413A>G 3 novel 
PKD2 IVS8 633 c.1899-406G>A 2 novel 
PKD2 IVS8 633 c.1899-348T>C 9 novel 
PKD2 IVS8 633 c.1899-345A>G 9 novel 
PKD2 IVS8 633 c.1899-332T>G 10 novel 
PKD2 IVS8 633 c.1899-44C>T 1 rs115533298 
PKD2 IVS9 673 c.2019+274C>A 48 rs2725207 
PKD2 IVS9 673 c.2019+439C>T 23 rs72659633 
PKD2 IVS9 673 c.2019+635G>T 20 rs4602466 
PKD2 IVS9 673 c.2019+1638A>G 3 novel 
PKD2 IVS9 673 c.2019+1681G>C 2 novel 
PKD2 IVS9 673 c.2019+1683C>T 3 novel 
PKD2 IVS9 673 c.2020-1636T>C 8 novel 
PKD2 IVS9 673 c.2020-1368T>C 22 rs2728133 
PKD2 IVS9 673 c.2020-597A>C 46 rs2728132 
PKD2 IVS10 706 c.2118+499C>G 3 novel 
PKD2 IVS10 706 c.2118+818G>A 2 novel 
PKD2 IVS10 706 c.2118+1301A>G 5 novel 
PKD2 IVS10 706 c.2118+1328A>G 29 novel 



PKD2 IVS10 706 c.2118+1357A>G 8 novel 
PKD2 IVS10 706 c.2118+1385A>G 3 novel 
PKD2 IVS10 706 c.2118+1392C>T 53 rs2725206 
PKD2 IVS10 706 c.2118+1394A>G 2 novel 
PKD2 IVS10 706 c.2118+1399T>C 2 novel 
PKD2 IVS10 706 c.2118+1419G>C 25 novel 
PKD2 IVS10 706 c.2118+1442G>A 7 novel 
PKD2 IVS10 706 c.2118+1447C>A 41 novel 
PKD2 IVS10 706 c.2118+1449C>T 4 novel 
PKD2 IVS10 706 c.2118+1451T>C 30 novel 
PKD2 IVS10 706 c.2118+1452A>G 15 novel 
PKD2 IVS10 706 c.2118+1458C>G 6 novel 
PKD2 IVS10 706 c.2118+1459G>A 11 novel 
PKD2 IVS10 706 c.2118+1462G>A 6 novel 
PKD2 IVS10 706 c.2118+1481C>T 6 novel 
PKD2 IVS10 706 c.2118+1483T>C 18 novel 
PKD2 IVS10 706 c.2118+1488T>C 38 novel 
PKD2 IVS10 706 c.2118+1505T>C 28 novel 
PKD2 IVS10 706 c.2118+1506A>G 22 novel 
PKD2 IVS10 706 c.2118+1517A>G 25 novel 
PKD2 IVS10 706 c.2118+1519C>G 7 novel 
PKD2 IVS10 706 c.2118+1521C>T 2 novel 
PKD2 IVS10 706 c.2118+1522C>T 5 novel 
PKD2 IVS10 706 c.2118+1540G>A 2 novel 
PKD2 IVS10 706 c.2118+1678G>A 2 novel 
PKD2 IVS10 706 c.2119-1481T>A 20 rs7676584 
PKD2 IVS10 706 c.2119-815G>A 49 rs2725205 
PKD2 IVS10 706 c.2119-35T>C 6 rs78885971 
PKD2 IVS11 747 c.2241-108G>A 2 novel 
PKD2 IVS12 786 c.2358+203G>T 2 novel 
PKD2 IVS12 786 c.2358+204C>T 2 novel 
PKD2 IVS12 786 c.2358+245A>T 79 rs11938025 
PKD2 IVS12 786 c.2358+490T>C 3 novel 
PKD2 IVS12 786 c.2358+505T>C 2 novel 
PKD2 IVS12 786 c.2358+520C>T 24 novel 
PKD2 IVS12 786 c.2358+522T>G 15 novel 
PKD2 IVS12 786 c.2358+550G>T 16 novel 
PKD2 IVS12 786 c.2358+553A>G 23 novel 
PKD2 IVS12 786 c.2358+569A>G 3 novel 
PKD2 IVS12 786 c.2358+885A>G 51 rs4336187 
PKD2 IVS12 786 c.2359-859A>T 10 rs77587422 
PKD2 IVS12 786 c.2359-196A>C 5 novel 
PKD2 IVS13 841 c.2522+316A>G 3 novel 
PKD2 IVS13 841 c.2522+323T>C 8 novel 



PKD2 IVS13 841 c.2522+340C>T 8 novel 
PKD2 IVS13 841 c.2522+348A>G 9 novel 
PKD2 IVS13 841 c.2522+376A>T 6 novel 
PKD2 IVS13 841 c.2522+387C>A 5 novel 
PKD2 IVS13 841 c.2522+389A>G 6 novel 
PKD2 IVS13 841 c.2522+393T>A 11 novel 
PKD2 IVS13 841 c.2522+403T>C 4 novel 
PKD2 IVS13 841 c.2522+404G>A 4 novel 
PKD2 IVS13 841 c.2523-1490T>C 8 novel 
PKD2 IVS13 841 c.2523-1489G>A 4 novel 
PKD2 IVS13 841 c.2523-1480C>T 3 novel 
PKD2 IVS13 841 c.2523-1471G>A 17 novel 
PKD2 IVS13 841 c.2523-1458A>G 8 novel 
PKD2 IVS13 841 c.2523-1454C>G 2 novel 
PKD2 IVS13 841 c.2523-1441G>C 12 novel 
PKD2 IVS13 841 c.2523-1432T>G 12 novel 
PKD2 IVS13 841 c.2523-1415A>G 5 novel 
PKD2 IVS13 841 c.2523-1413A>G 5 novel 
PKD2 IVS13 841 c.2523-1371A>G 9 novel 
PKD2 IVS13 841 c.2523-1362T>C 14 novel 
PKD2 IVS13 841 c.2523-1361A>G 13 novel 
PKD2 IVS13 841 c.2523-1360C>G 18 novel 
PKD2 IVS13 841 c.2523-1351A>G 11 novel 
PKD2 IVS13 841 c.2523-1342A>G 9 novel 
PKD2 IVS13 841 c.2523-830G>A 10 novel 
PKD2 IVS13 841 c.2523-553T>C 3 novel 
PKD2 IVS13 841 c.2523-539G>T 3 novel 
PKD2 IVS13 841 c.2523-532G>A 3 novel 
PKD2 IVS13 841 c.2523-525G>C 2 novel 
PKD2 IVS13 841 c.2523-402T>A 2 rs74777465 
PKD2 IVS13 841 c.2523-394G>A 24 rs78135941 
PKD2 IVS13 841 c.2523-169T>C 57 rs2725203 
PKD2 5’UTR 968 c.2670+116C>T 2 novel 
PKD2 5’UTR 968 c.2670+256C>T 12 rs2728121 
 
 
C. PKD1 IVS indels 

Gene IVS Codon IVS variant 
Number of 
libraries* Comment** 

PKD1 IVS1 72 c.216-1643delT 83 novel 
PKD1 IVS1 72 c.216-422delC 2 novel 
PKD1 IVS9 617 c.184928_+34delTGGTGGG 1 PKDB 
PKD1 IVS16 2355 c.1849+109_+110delCT 36 novel 
PKD1 IVS16 2355 c.1849+353delC 4 novel 



PKD1 IVS22 2721 c.8162-263_262insCT 6 novel 
PKD1 IVS26 3133 c.9397+710_+711insT 49 novel 
PKD1 IVS26 3133 c.9397-428delA 81 novel 
PKD1 IVS30 3350 c.10050+506_+507insG 8 novel 
PKD1 IVS30 3350 c.10051+813_+815delAAA 83 Sanger (1) 
PKD1 IVS30 3350 c.10051-239delG 5 novel 
PKD1 IVS30 3350 c.10051-244_-243insG 2 novel 
PKD1 IVS30 3350 c.10051-392delA 25 novel 
PKD1 IVS30 3350 c.10051-446delC 40 novel 
PKD1 IVS30 3350 c.10051-668_-667delAA 14 novel 
PKD1 IVS33 3469 c.10405+1234_+1235delCA 41 novel 
PKD1 IVS33 3469 c.10406-971_-970insC 53 novel 
PKD1 IVS37 3672 c.11016+42_+43delTT 4 PKDB 
PKD1 IVS41 3846 c.11537+5_+6insGGG 1 PKDB 
PKD1 IVS44 4046 c.12138+22delG 4 PKDB 
PKD1 IVS45 4148 c.12444+23_+24insG 1 PKDB 
PKD1 3'UTR  *22delG 4 novel 
PKD1 3'UTR  *826_+827insCTGTGTGTGT 4 novel 
PKD1 3'UTR  *844_+845delTG 7 novel 
PKD1 3'UTR  *854_+855insGC 5 novel 
PKD1 3'UTR  *976delC 8 novel 
PKD1 3'UTR  *1056_+1057delTT 43 novel 
 
 
 
D. PKD2 IVS indels 

Gene IVS Codon IVS variant 
Number of 
libraries* Comment** 

PKD2 IVS1 595 c.595+318delT 18 novel 
PKD2 IVS1 595 c.596-908_-907insT 2 novel 
PKD2 IVS3 843 c.843+906delA 50 novel 
PKD2 IVS3 843 c.844-377_-376delAA 30 rs10570403 
PKD2 IVS6 1549 c.1549-1905delC 2 novel 
PKD2 IVS6 1549 c.1549-1844delT 6 novel 
PKD2 IVS6 1549 c.1549-1273delA 2 novel 
PKD2 IVS7 1716 c.1716+137delG 72 novel 
PKD2 IVS8 1898 c.1898+447delT 12 novel 
PKD2 IVS9 2020 c.2020-1236delA 19 novel 
PKD2 IVS9 2020 c.2020-1223delG 2 novel 
PKD2 IVS10 2118 c.2118+1377_+1378insA 7 novel 
PKD2 IVS10 2118 c.2118+1510delA 9 novel 
PKD2 IVS12 2359 c.2358+125_+126delTC 3 novel 
PKD2 IVS12 2359 c.2358+881delA 5 novel 
PKD2 IVS13 2523 c.2523-1444delA 4 novel 



PKD2 IVS13 2523 c.2523-654_-653insT 2 novel 
 
*indicates number of libraries where the variant was detected; ** indicates previous description in the PKD Mutation Database 
(http://pkdb.mayo.edu), NCBI dbSNP and/or actual Sanger reconfirmation (between brackets actual number of libraries where 
the variant was independently Sanger verified, n=15); due to lack of locus-specificity, dbSNP data for the duplicated portion of 
PKD1 were not utilized. 
 
 
 

 

 

 

 

 

 


